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Oxkouo 12-15% neren co crepounpesncteHTHEIM HC
(CPHC) He oTBEUYarOT HAa UMMYHOCYIIPECCUBHYIO TEPATTHIO
1 50% 13 HUX IIPOrpecCUPYIOT 10 XPOHUUECKOMN 00JI€3HU
nouek (XbII) 5 cranuu B TeueHue 15 met™.

Haub6oJ1ee npodseMHbIe TPpyNbI:
Bpo:kaeHHbIil HePPOTHYECKUA CHMHIPOM MaHHU(PECTUPYET B TCUCHUE
MEPBBIX 3 MECALIEB KU3HU PEOCHKA.

NudasTuiabHbId HeGpoTHYECKUIT CHHAPOM MaHU(ECTUPYET B
BO3pacTe MEXAYy 3 MeCAllaMu U | ToOA0M KHU3HH.

*Mekahli D. [u mp.]. Long-term outcome of idiopathic steroid-resistant nephrotic syndrome: a
multicenter study // Pediatric nephrology (Berlin, Germany). 2009. Ne 8 (24). C. 1525-1532.
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250 pjgereii ¢ MEPBHYHBIM  CTEPOMAPE3UCTEHTHBLIM
He(ppOTHYECKUM CHHAPOMOM

Hem
® NPHS2
+ 280 mereui ¢c CPHC ® COL4A45
- 30 neTey ¢ NO3UTHUBHBLIMU - ® WTI
pe3yJbTaTaMu 85 (34%)
CLCNS
UMMYHO(JIFOOpECIICHITUN
® NPHSI1
Hroro: 99 nereii c BHC nu UHC ® CUBN
151 pedenok ¢ HC ¢ Bo3pactom ® OCRL
nebrora >1 rojma
LMXIB
Bo3spacrt gereit coctaBun ot 1 Mecsma nemé 31

mo 17 net 11 Mmecdiies.

Bcero B ncciaenoBanuu ObUT BhIsIBICH 171 yHUKanbHBIN BapyuaHT B 40 reHax.



IlaToorusi MmOAONMMHA KaK caMasi d4acrasd HNpUYMHA
resernueckoro CPHC

Honcenc-mytanus €.259G>T, p.E87*-y 14 (51,9%) nereit, npuuem y 10 u3 Hux
B TOMO3WUT'OTHOM COCTOSIHHUH.

Bapuant €.868G>A, p.V290M -y 6 nereit (22,2%) u

BapuaHT C.686G>A, p.R229Q - y 6 nereti (22,2%) - xapakTepHbI IS
€BPONEUCKUX ATHUYECKUX rpyn [ 1, 2, 3].

WM HTEepecHO, YTO MO HALIMM pe3yJibTaTaM y JAeTell ¢ MaTOreHHBIMU BapHaHTaMU B
rene NPHS2 dyacto nmerorcst npu3Hakyd COSAUHUTEILHOTKAHHOTO JieheKTa
(MHO>KECTBEHHBIE I'PBIXKU, MPOJIATICHI KJIallaHOB cepia, Muonus) - y 18,5%.

1. Karle S. M. [u ap.]. Novel mutations in NPHS2 detected in both familial and sporadic steroid-resistant nephrotic
syndrome // Journal of the American Society of Nephrology : JASN. 2002. Ne 2 (13). C. 388—-393.

2. Kerti A. [u np.]. NPHS2 p.V290M mutation in late-onset steroid-resistant nephrotic syndrome // Pediatric
nephrology (Berlin, Germany). 2013. No 5 (28). C. 751-757

3. Lipska B. S. [u ap.]. Mutational analysis in podocin-associated hereditary nephrotic syndrome in Polish patients:
founder effect in the Kashubian population // Journal of applied genetics. 2013. Ne 3 (54). C. 327-333.



Bpo:xaennbiii HedpoTndeckuii cuaapom, N=58

Bospact - ot 1 mecsmia 1o 17 net 8 mecsiues (cpeanuii Bo3pact — 6 jget 9

MecsieB, SD 8 MecsiieB).
[Ipeobmamaror maapunku (38 - 65,5%).

Kannnueckue IPOABJICHHUSA

® HC/mpotennypus

® HC + I'emarypusa

® HC + I'emarypusa + Al
HC + AT

® HC + Kamsuuypusa

8 (13,8%)

11 (19,0%)

10



Bpo:xxaennbiid HedpoTudeckud cuHApoM, N=34

7 B d

@ EMIT ® ©OCITC © JIMCuITC @ Mes3sIIl'H ® Cuagpom Amsnoprta 11



Bpo:xxaennbiii HedpoTndeckuid cuHapom, N=58

® IIlenepas
nHadparma

® I'EM
® Ampo

® JIH2O0COMEI

® DeHOKOIIHH

Hert
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Bpo:xaennbiii HedpoTndeckuid cuHapom, N=53

15

14




NupanTuiabHbid HeppoTuueckuui cunapom, N=41
Bospact namuenToB ot 1 roaa 1 mecsn no 17 ner 11 mecsen

(cpennuii Bo3pact 8 jet 10 mecsues, SD 60 mecsiies).
[Ipeobimamaror manpuuku (24 - 58,5%).

Kiunnunueckue IPOABJICHUSA

® HC/mpoteunypus
5(12,2%
(12,2%) ® HC + I'emarypHus=

® HC + I'emarypusa + Al
6 (14,6%) LC+ AL
® HC + KambunypHus

14



NudanTuiabubii HeppoTHdeckuii cuuapom, N=27

@ EMII @ OCI'C & JMCuITC @ MezII'H ® Cunnpom Amemopra 15



NupanTuiabHbid HeppoTuueckui cunapom, N=41

® IIeneras auadparma
® I'EM

10 (24,4%)

© IlHTOCKENeT

® Anpo

® JIHz0COMBI

® OeHOKONHH

Het



NudanTuiabubii HeppoTuuecknii cuuapom, N=31




Crepouape3vCTeHTHLIA HePPOTUYECKUN CHHAPOM C

BO3pacToMm jaedroTa crapiue 1 roga, N=151

Bo3pacre ot 1 rona 6 mecsues no 17 et 11 mecsues, cpeaanit
Bo3pacT coctaBui 10 seT 9 mecanes (SD 55 mecsien).
He3nauurenpHoe mpeodiraganue MaabuukoB (80 - 53%)

KiimHuyeckue nposiBJieHus

33 (21,9%
( ) ® HC/mpoTeHHYpHSA

® HC + I'emarypus
® HC + TI'emarypusa + Al
HC + AT

48 (31,8%)

® HC + Kameuuypus

18



Crepouape3vCTeHTHLIA HePPOTUYECKUN CHHAPOM C

® EMIT @ ©CTC JMCuITC @ Me3IIH ® MH @ Cuazgpom Ansnopra
® MuroxoHapHansHas qutonarua ¢ C3-Hedponarus 19



Crepouape3vCTeHTHLIA HePPOTUYECKUN CHHAPOM C
BO3pacToMm jaedroTa crapiue 1 roga, N=151

® Illenepas nuadparma

® I'EM
70 (46,4%) 15 (9,9%) ITuTtockesner
B e Anpo

® JIHz0COMEI

© OeHOKOIHH

Hert



Crepouape3vCTeHTHLIA HePPOTUYECKUN CHHAPOM C
BO3pacToM jaedrora crapme 1 roma, N=381

21



OTArOLIEHHOCTh  HACJCJACTBEHHOI0 aHAMHe3a |
BbIPAXKEHHOCTh rHIIOTHPEO03a Kak MapKep
BbIPAKEHHOCTH NMPOTEUHYPHUH

HacaencrBeHHBIN aHAMHE3

.DT:I‘ML{:H

BHC NHC

I'unorupeos

® OTaromeH ® OtaromieH

CPHC ¢

BO3PacTOM
nebrota >1r

P

§

22



CpaBHeHHE KIMHUKO-TeHeTHYeCKUX xapakTtepuctuk HC

B 3aBMCHUMOCTH OT Bo3pacrta aedwra

HC + HC +
HpOTI::Hy_ Fenla-:l(T: Xt i HC + AI' | I'emarypus | Kaabumy-
P yP + AT pus
BHC, n=58 | 17 (29%) 12 (21%) 8 (14%) 11 (19%) 10 (17%)
0
WHC, n=41 | 11 (27%) 1;’;3%6‘1) 5(12%) | 6(145%) | 6 (14,5%)

HC >1 r,
n=151

33 (22%), | 48 (315%), | 3 (2%),

0 0
39,(26%) C |- 48A18,506)1 | H5 L5 50 p<0,001 p<0,001

* p yKa3aHO y IOCTOBEPHO OTJIUYAIOIIUXCS 3HAUCHUI

23



Kiannnueckue IPOSIBJICHUSA 3a00/1eBaHuA B
3aBUCHUMOCTH OT HACJICACTBCHHOI'0O aHAMHCE3a

HC +
HC/ HC +
HC + Kaanuu-
NPOTEHHY- HC + AI' | I'ematypus
o I'emarypus AT ypus
p=0,001

He otsromen,

8 55(30%) | 34 (18%) | 34(18%) | 53 (29%) | 8 (4%)

OTtaroieH
1/ Wian

onmuskopoact- | 12 (18%) 19 (29%) 12 (18%) 12 (18%) 11 (17%0)

BEHHBIM Opax,

n=66

* p YKa3aHO y JOCTOBEPHO OTINYAIOIINXCS 3HAUCHU

24




Tun nedrora mpum nMopakeHUH Pa3JIUYHBIX KJIETOYHBIX
CTPYKTYP NOAOLUTOB U KJIYy004YKOBOro puiabTpa

D BHC UHC HC>1r
Her <0,001 5_-8,6% | 10-24,4% | 70— 46,4%
01 | <0,001 | 28-48,3% | 6-14,6% | 12-7,9%
M 0,842 5-86% | 5-12,2% | 15-9,9%
[MuTockener 0,019 0 6—-146% | 16 -10,6%
R B 0,811 813,80 | 4-98% | 20-13,2%
AOPO
JIn30CcOMBEI 0,514 5-8,6% 3-7,3% 7 —4.6%
DeHOKOTHH 0,15 7-121% | 7-171% | 11-7,3%

25



TMEdRHLY 03.2% HamieHtob.

Haunbonee yacto:

- HapylieHue 3peHus - y 54 nereit (21,6%),

B T.4. MUOIIUS CPEAHEN U
BBICOKOH CTEIICHU,
aCTUTMaTH3M

- 3aJIepKKa IICUX0-MOTOPHOTO
Pa3BUTHS U KOTHUTUBHBII
nedunur — 34 pedeHka
(13,6%),

- MHO>KECTBEHHBIE (0oJ1ee 5)

CTUTMBI JU33MOpHUOTeHe3a —
36 nereii (14,4%).




gPHC " HHF]{%Q‘I{"%%H% KaJbIIUHEHPUHA

OJIOBUHE JIeTEU ( IPOBOJIMJIACH MIOTIBITKA MTATOT€HETUYECKON
Teparnuy THruOMTOpaMu KaJIbIIMHEUPHHA, TIOJIHASI PEMUCCHUSI IOCTUTHYTA
auib y 18 gereit (13,2%), vactuunas — y 28 aereit (20,6%). Pemuccus
HOCHJIAa KPATKOBPEMEHHBIM U HECTOMKUM XapaKTep.

B Hempoomean O Tlomsad pevmiccus M Yactnmas pevmiccra M Her sdderta B Henpmommn 7 Tomas pevsiccns . M Yacnroms pevmccen M Her sddema

100% 100%

75%

T5%

50%

50%

15% 5%

0% 0%

1 Mec. 3 Mec. i mec. 0 mec. 12 mec. 1 mec. 3 MecC. 6 mec. 0 mec. 12 mec.

BHC o UHC

75%
50%

25%

0%

CPHC >1roaa

1 mec. 3 Mec. G mec. 0 mec. 12 mec.



HakorieHHO¢ BEEEIE AHITE
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HaxorumeHHO ¢ BEBEEHE AHHE

KpusBas Kamuana-Maiiepa, oTpaKarouias
nporpeccupoBane a0 XbII 5 c¢r. 3a Bpemsn

HaOoaenus (ot gedrorTa), N=250.

10 T qedrora
—MBHC
CITHC
—MHC =1r
0,8
T+
0.6 Kpurepuii Kpackaja-YoJuinca a4
He3ABHC HMbIX BbIOOPOK
11 250 : : R

0.4 ' g

= 200 3

5

L]

L = 150

0,2 =

% 100

=

B 50
0,0

0 50 100 150 200 ) BHC HHC HC=>1r

THII AedroTa
Bpemsa nadmogenus ao XBII 5 cr.



Fomreecrn

..........

Kpusas Kanunana-Maiiepa,
nporpeccupoBane a0 XbII 5
HaOoaenus (ot gedrorTa), N=250.

CT.

OTpaKarmas

3a

BpeMs
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3aMecTUTEIbHAA MOYeYHAsA TEpaAINnud

Cpenu nereid, CHU3UBIIUX (PYHKITMIO MOYEK MO KITyOOUKOBOM (DUIBTpALIMU 10

XBII 5 cr., B rpynmie BHC npeBanupoBanu ety ¢ BappuaHTaMu B T€HAX
NPHS1 (26,7%), NPHS2 (33,3%), WT1 (26,6%).

oI/ B rpynmax MHC u HC ¢ Bo3pactom
4(11,8% ® I nebroTa crapie 1 roja He BBIAEIEHO
® I+ I'€HOB, aCCOIMUPOBAHHBIX C OOJIBIIEH

Tpenenrupnas TI BEPOATHOCTHIO CHIKCHHS (DYHKIMH

IIOYCK. <
TpancnuanTaiusa nouku y nered ¢ CPHC

BHC UMHC |HC>1r
HeTt 49 36 142
PonctBennas TI1I 6 4 /
Tpynnas TII 2 1 2
_|_
PoncrBennas 1 0 0
TpyIHas
Bo3sspar
3a00JIeBaHus B 2 0 3
TPaHCIUIAHTAT 31




BbIBOIBI

IIpoBeneHne MOJICKYJIIPHO-TEHETUUECKOTO UCCIIEAOBAHMUS Y AETEH ¢
nedrorom HC Ha nnepBoM roay ku3Hu 00siee MHOOPMATUBHO, YeM MHBA3UBHBIM

MeToJ1 - NyHKIMoHHas Hegpoouoncusa. Cpeau aereid ¢ BHC u MHC otmeuaetcs

BBICOKHU MPOIEHT TeHeThu4ecku BepuduumpoBanHoro HC - 85%, uto
CYIIECTBEHHO MPEBBIIIACT OO ACTEH C BBIABICHHBIMU NATONCHHBIMU
BapUaHTaMHM B TPYMIIE C BO3pacToM Je0roTa crapiie 1 rosa.

2. VY nereit ¢ nedrorom HC Ha nmepBOM rojly *KU3HHU MPEBATUPYIOT
natoreHssie BapuanThl B reHax NPHS1, NPHS2, WT1, uto MoxeT ObITh
MCII0JIb30BAHO MPU TAPTrE€THOM MOJIEKYJISIPHO-TEHETHYECKOM 00CIIeI0BAaHUHU
poccumckux nereu. Takke B paMKax HaCTOSIIETO UCCIIEAOBAHUS YIAIOCH
BBISIBUTH MayKOPHBIE JJ1s1 POCCUMCKOM rpynmbl aeTei BapuaHThl (NPHS2
C.259G>T, p.E87*, c.868G>A, p.V290M , c.686G>A, p.R229Q; NPHS1
c.3478C>T, p.R1160%).

32



BbIBOIBI

Hannuue s3xcTpapeHaIbHBIX TIPOSIBIICHUN U XapaKTEPHAs
(peHOTUIIMYECKasi KAPTHUHA MOTYT CY3UTh KPYT JUArHOCTHYECKOTO TTOUCKA 0
OJIHOTO T€HA, MaTOT€HETUYECKHA OTBETCTBEHHOTO 3a pa3Butue HC.

4, C moMonIpbI0 KOMIUIEKCHOUW OIIEHKH BBIIBICHHOT'O IATOT'€HHOT'O
BapuaHTa U MOP(POITOTHUSCKOM KapTHHBI MOXKHO IIPOTHO3UPOBATh BEPOSITHHIC
UCXOJIBI U CKOPOCTH TporpeccupoBanusd 10 XbII 5 cr.

o. Jletu ¢ paHHUM J1Ie0H0TOM 3a00JIeBaHUS MIPOrPECCUPYIOT OBICTPEE, UTO
OTYaCTU OOBSICHSIETCS OOJIbIIEH J10JIel BepU(UITMPOBAHHBIX T€HETUUECKUX
BapUaHTOB.

6. HecMoTpst Ha 00IIEIPUHATOE MHEHUE 00 OTCYTCTBHM d(PheKTa
MHTMOUTOPOB KaJblIMHEHpPUHA Y I€TEH ¢ HacaeACTBeHHbIMU Bapuantamu HC, y
HEOOJIBIIIOrO MPOLICHTA JaHHas Tepamnus 3PdheKTUBHA.

7. [IpoBeneHue TPAHCILIAHTALUU IOYKH B OIIMCAHHOW T'PYIIIE IETEU
MEPCIEKTUBHO B CBA3U C HU3KUMH PUCKaMH BO3BparTa 3a00JICBaHUS B
TPAHCIUIAHTAT.
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